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Ovsova 0.V, Nikolaeva E.B., Nikitina N.V., Koryakina O.V., Maksimova A.Q, Moricheva E.A.

Rett syndrome of patients from Ural region

Pesiome

B CTaTbe U3N0XeHb! AaHHbIE aHANH3A CNYYaes CHHAPOMA PeTTa, AMarHoCTHPOBaKKbIX 8 CBEPAN0BCKOM 06nacTu. Yccnegosanue
BKAI04aeT 17 Npo6an/0B. [laHHaA HO30NOrMA ABNAETCH OFHAM H3 YACTbIX HACNEACTBEHHbIX MOHOTERHbIX CUHEDOMOB, CBA3HHBIX
C YMCTBEHHOR OTCTANO0CTbIO U CYAPOraMn CPeaM 4esoyeK. [Iario3 0CHOBLIBACTCA Ha HANMYMK ONMTO(PEHUH, CTEPROTHIHLIX
LBWXEHUA PYK W yTPaTbl HaBbIKOB. B CTaTbe NOKa3aHbl 0CO6BHHOCTH KNMHHYECKOrO TEYEHHA W ANATHOCTHYECKHE CUMNTOMBY,
AaHtbie MPT-kapTusbl ronosHoro Moara u [IHK-aHann3a naynenTos.

KnioyeBbie CAOBA: CHHAPOM PeTTa, yMCTBEHHAR OTCTANOCTb, CTEPEOTHRHbIE ABWKEHHA PYK, Cyaoporw, MPT ronosHoro Moara,
JHK-akanu3

Summary

The article deals with Rett syndrome by patients from Sverdlovsk region. The study included 17 patients. This nosology is one
of the frequent monogenic inherited pathology related to the syndromes with the mental retardation and seizures among girls.
The diagnosis of syndrome is based on the oligophrenia, stereotyped hand movements and loss of habits. The article describes

clinical features and diagnostic symptoms, MRI studies of the brain and DNA-analysis of this disease.
Key words: syndrome, oligophrenia, stereotyped hand movements, MRI studies and DNA-analysis

Beenenne

Cunapom Perra (RTT, «yMCTBEHHas OTCTanoOCTb+»,
OMIM: 312750) - ogno u3 HauGonee pacnpoOCTPaHEHHBIX
3abonepanHHii B pAldy HacleACTBEHHbIX GOPM YMCTBEHHOH
OTCTanocTH y Acsodek. JlanHoe 3aboneBaHHe BNepBbie ONH-
can aBCTpHHCKHit neanatp Anzpeac Pert (A. Rett, 1966r)
[1,3,6]. Cunapom PetTa oTHOCHTCA K Ipynine HefiponoseseH-
4ECKHX CHHAPOMOB — PACCTPOHCTBA Pa3BHTHA, BKIIIOHAIOLIHE
cneuHPHYECKHE OTKIOHEHHA B Pa3BHTHH HEBPONOTHYECKHX
H ncHxHyeckHx yHkUMHA ¢ dopMHPOBaHHEM 0co6oro, HHO-
[1a MaTOTHOMHYHONO KOMIUIEKCA MCHXHYECKHX H HEBpO-
JIOTHYECKHX paccTpoiicTs. [2,5,6] B ocHoBHOM, 336onepa-
HHE BCTPEYaeTCA y AeBOYEK: HacToTa cocrasider 1:10000
— 1:15000. B HacTosimee Bpems MyTalHH B X-CLEILIEHHOM
reie MECP2 paccMaTpHBaloTCA Kak OCHOBHaA NPHYHHA BO3-
HHKHOBEHHA CHHApoMa. [1,2,3,4,5) Cuunpom PetTa xapakre-
PH3YeTCA HOPMaJIbHBIM Pa3BHTHeM pebeHka 10 6-18 meca-
UEB € MOCNEAYIOLIEH YTPaTod HM CHOPMHPOBAHHBIX paHee
HaBrikoB.[1,2,5,6] HMeeT nocraauiiHoe TeyeHHe, 4 CTaaMH.
lepsnie nmpH3naku GoNe3HH BIUIIOHAIOT 3aAMELJIEHHE NICHXO-
MOTOPHOTO pa3BHTHA pebeHka, MOTepio HHTepeca K HrpaM,
nMdpdy3Hy0 MBILIEYHYIO THIIOTOHHIO - CTAQMA CTArHAUMH.
Hanee cnexyer nepuon perpecca HepBHO-MCHXHYECKOTO pas-
BHTHA, KOTOPBIH HauHHaeTCA B Bo3pacte 1-3 net. B Teuenne
HECKO/ILKHX HeAeNb — MeCALCB peGeHOK yTpauHBaeT paHee
NPHOGDPETEHHLE HABLIKH: NMPOMANAloT LeNeHANpanIeH ke
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JBHXEHHA PyK, OH NepecTaeT robopHTs. ONHOBPEMEHHO Mo~
ABJIAIOTCA XAPaKTEPHbIE CTEPEOTHIHbBIE JBIDKCHHA, HAIIOMH-
HaloLHe “MurTbe Pyk”. [To okonvanuy ¢a3nl perpecca HacTy-
NaeT TPeThbA CTaAHA (MCEBAOCTALHOHAPHAA), OXBATBIBAIOLIAA
IUIHTENbHBIH NEPHOA AOLIKOALHOIO H PAHHErO IKOABHOTO
Bo3pacra. XapakTepHa ITyGokad yMCTBEHHas OTCTanoCTb,
CyIOpPOXHBIE NMPHNANKH, AHCTOHHA MBILIL, aTAKCHA, rHMep-
KHHe3nl H ap. [1,4,6] K kOHLY nepBoro JeCATHIETHA XKH3-
HH HaYHHAETCA 4ETBEPTaAs CTANHA - TOTAILHOH NCMCHLUMH,
nosfHel Aerpajauui ABHrarenbHbix QyHKUHA. [lanmueHTns
CTAHOBATCA 00€3ABHXEHHBIMH, HapacTalOT CMAaCTHIHOCTS,
MBblllIeYHbIe aTPOdHH H BTOPHYHKIE OpTOneaHYecKHe nedop-
MaLHH.

Marapuanbl # METOAbI

Hacroswas pabora coaepuT pe3yneTaTh BhGopou-
HOro HecnenoBanus 17 mauHeHToK ¢ cHHApoMoM Perra, Ha-
6monatoxca Ha 6ase K/ «OxpaHa 310pOBbS MaTEPH H
pe6enxa» r. Ekarepun6ypra. Beut nposeaeH perpo- H mpo-
CNEKTHBHBIH aHanu3. B HccnenoBaHMe BOILUTH MALIHEHTKH
paHHeR cTandei 3abonesaHus, B Bo3pacTe oT 1 roga 3 me-
caues Ao 10 ner (cpensuit BospacT - 5 ner 3 mecsna). [Ipo-
TOKO/l MCCNIEJIOBAHHA BKIIOHAN: COOp MEPHHATANILHOIO H
ceMeHHOro aHamHe3a, OLEHKY HEBPOJIOTHYECKOIO H COMATH-
4ECKOIO CTATYCa, OCMOTP NeHETHKA, JaHHbIE MOJIEKYNAPHO-
renetudeckoi anardoctiky (Oeprulla6, HUKH neanarpun
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MOJIEKY/APHO-UHTONEHETHYECKaR 1a60PaTOPHA MHCTHTYTA,
r.Mockpa), UHTOreHETHYECKOrO HCCJIENOBAHHA, TaHAEMHOMH
macc-cnektpomerpud (TBY3 CO KJLI O3MP), nanumie na-
PAIVTHHHYECKHX HCCeJ0BaHHH (anekTposHuedarorpaduy,
3X02HUEpanoradHH, MarHWTHO-PE3OHAHCHOH TOMOTpadHH,
anexrpokapaHorpadut, IxoKI, Y3H 6prownoit noaocTH 1
noyex ocMotpa okynucta, F'BY3 CO OIKB Nel). Cratucu-
yeckas 06paboTka NpPOBOMAHIACH METOAOM BAPHALHOHHOH
CTaTHCTHKH C HCTIO/Ib30BaHHeM nporpamMmil Microsoft Excel,
nakera nporpaMM STATISTICA for Windows, sepcua 6.0,
Microsoft office Excel 2003 for Windows.

Pe3synbrarnl ¥ 06cyxpaeHune

[To maHHBLIM PErHCTpa HacNeACTBEHHRIX 3aboneBaHuit
B CBepanoBckoi 06nacTH B HacTOAILEE BPEMS 3aPETHCTPH-
posano 33 npoGanza ¢ cunapomom Perra (n=33). Y 25 ma-
LMeHTOK AuarHo3 moarteepxaeH JHK-anamusom (75,7%).
Hacrosiliee HccnenoBaHHe BKIIOYHAO aHanH3 17 ciydaes
naxHoro 3aboneBanusa y aesodex (51%).

CpenHuii BO3pacT MOCTAHOBKH AHAarHo3a COCTaBHA 5
net 4 Mecaua (5,32+2,85). Cpeauuii BospacT aebiora 3abone-
BaHHA - 8 Mecaues (8+0,32). MHHHMAIBHEIA H MaKCHMATb-
Hsli BO3pacT ae6ioTa cocTaBiIH 3 MecAua H 3 roaa cooTBeT-
cTBeHHO. PaHHHe nposARieHHA 60s1€3HH BIUTIOYATH 3aIEPXKKY
CTATHKO-MOTODHOTO H IICHXO-peyeBoro passutua — 71%,
n=12. TonoBHHa nauHeHTOK B Ac6ioTe NEMOHCTPHPOBAIH
yTpaTy HaBHKOB (CMOCOGHOCTL IEPXKATL TOMOBY, CHAETD,
c1oATh) — 53% (n=9). Y GonbluHHCTBa 60NbHEIX A€BOUEK OT-
Medanach MalllleYHas rHnoToHna — 82%, n=14. Cynoporn
perHcTpHpoBanuch B 11,8% cayyaes (n=2).

Tpocnexunpaerca cranuiHocTs cHHApPoMa PeTTa y Beex
MallHEeHTOK B aHHOH BhiGopke. B nepeylo cramHio nona-
nawT 2 uccnenyeMuix cayvas (13%), Bo sropoii craauu 11
cnydaes (64%) H B TpeTheH CTaOHH 4 HCCaeQyeMbIX MaLH-
eHTKH (23%). BonbHbIX € 4 cTague 3a60n€BaAHHA B NAHHOH
Bribopke HeT. KinnHdeckHe 0cobeHHOCTH HCCeaYeMBIX de-
BOYEK OLEHHBANHCH MO AHArHOCTHYECKAM KDHTepHAM Rett
Syndrome Diagnostic Criteria Work Group (1988) [1,5,6].
Pesynerath npeacTasnenn B Tabnuue 1.

Kak BuaHo w3 Tabmuumt 1, y Bcex mauuentox rpybas
3a/lepXKa pedeBoro pa3BHTHA, MPOABIAIOMAACA MPEHMYILle-
CTBEHHO CEHCOPHO-MOTOPHOH aNnafHeH, B PEYH TOJILKO C/0-
', OrPaHHYEHHOE KONMYECTBO C/NOB C MOCAenylolled HX
ytparoit. Y 88% nesouek OTCTaBaHHE B CTAaTHKO-MOTOPHOM
pa3BHTHH, TTPH ITOM 72% feTedl Ha MOMEHT HCCIE0BaHHA

CaMOCTOSTENBLHO HE XOMIAT, CMACTHYECKHH TeTpanapes cdop-
muposasica y 18%. BonbHble ¢ cuuapomom Perra nosxe Ha-
Yanu CHOETb, CTOATH H XOAHTH. K KoHIly nepsoro roaa XH3Hu
OTMEYaKOTCA NepBhIe MPH3HAKH 3afePXKKH MOTOPHOIO Pa3BH-
THS, perpecc NpHoGpeTeHHRX HaBhIkoB. [TouTH y Bcex maum-
€HTOK PErHCTPHPYIOTCA CTEPEOTHNHEIE ABKXKEHHA — 94%, ¢
npeobnagaHHeM XapaKTepHBIX A1 cHHapoMa Perta «moro-
WHX» ABHKEHHA. Y 76% AeBOYEK OTMEYANHCh MHOXKECTBEH-
HEIE CTEPEOTHNHH (PHCYHOK 1).

Puc 1. CrepeoTHnHLIE IBHKECHHA Y NALHEHTOK ¢ CHH-
npomoM Perra (%).

Bonbule MonoBHHH ciyyaes 3a6o/eBaHHA CONMPOBO-
MXAIOTCA Pa3BHTHEM CHMIITOMATHYECKOH Jnunencuu — 64%
(n=11). Y TpeTH NauUHEeHTOK NPHCTYMh! HOCAT IE€HEPaNH-
30BaHHKIA XapaKTep H PE3IHCTEHTHH K MPOTHBO3MHIENTH-
qeckoit TepanHu (n=6). CepuiiHoe TeueHHE OTMEYaeTcs y
23,5% nesoyek (n=4). Tak xe AHArHOCTHPOBAHE! NAaplH-
abHbIE, AKCHATLHRIE TOHHYECKHE MAPOKCH3MHI, AaTHMHY-
Hale abcaHchl, MHOKIOHHH — 29% (m=5). ¥ 55% npucryns
COMpPOBOXAANHCh M3MEHEHHAMH Ha JnexTpo3Hucdanorpa-
bun: cyOxIHHHYECKAA INHAKTHBHOCTH, MY/IBTHPErHOHAPHAA
aKTHBHOCTDb, yMepeHHble IMddysnne H3MeneHus, rpybuie
u3meHeHns D3I ¢ naronornyeckuM HeHOMEHOM BOJTHA-MO-
naBneHwHe, SMWIETTHYECKHH Ovar B JIeBO TEMEHHO#H none, B
LEHTPaNbHO-BHCOYHO#H 06nacTH.

Cpean Npyrux KIHHHYECKHX MPOARNCHHH B HEBpO-
JIOTHYECKOM CTaTyceé GONBHRIX OTMEHATHCH: BEreTATHBHBLIC
paccTpoiicTa — 77%, HapyllieHHe KOOPAMHALIHH IBIDKCHHH
(arakcus) — 24%, rnalofBuraTenbHule HapylieHHs (cTpa-
613M) - 35%, 6pykcu3M — 17%, TpeMop BepXHHX KOHEJHO-
cteii - 17%. Hapynienns nosefeHHs ayTHCTHYECKOTO ClieK-
Tpa Habmonatotca y 64% nauuenTok (n=11).

V GonbuHHCTBa IEBOYEK BRIPAXKEHA 3aRepKKa hHIHTe-
ckoro pa3suTHA — 88%. Cpean OpyrHx KIHHHYECKHX Mpo-
AB/IEHHH y GOMLHEIX BHUABJEHN ARIXATENbHEE PACCTPOHCTBA
(anHo3, runeppeHTHNALMSA) — 18% (n=3); aspodarus — 12%
(n=2).

Hefiposusyanusauns (MardHTHO-PE30HAHCHAs TOMO-
rpacdia rolosHOro Mo3sra) 6euta mposeAeHa 13 manmMeHTKaM,

Ta6nnua 1. luardocTuieckue kpaTepun Cunapoma Perra.

Knunnuecknit npusHax A6comoTaoe 3HaUeHHE %
3aiepXkKa CTaTHKO-MOTOPHOT'O Pa3BUTHA 15 88
3aiepkKa MOTOPHO-PEY€eBOr0 Pa3sBHTHA 17 100
CTepeoTHNHNE NBHKEHHA 16 94
Omuiencus 11 64
BereramiBhble paccTpoiicTpa 13 77
Kocornasue 6 35
ATaKcHs 4 24
BpykcHim 3 17
Amnnos 3 17
3anepxxa PpHIMUECKOrO pa3BUTHA 15 88
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Puc 1. CTepeoTUnHble ABUXEHUS Y NaLUEHTOK C cuHapomom PetTa (%).

CpegHuit nokasaTeNb OKPY>KHOCT W ronosbl - 47,058+1,98 cm

MUKpoLetanus

rugpouedanus

nen

429%

117%

uepe6. aTpocusa

N LTI > » y y Ti 30%

Puc.2 AinarHoctnyeckne cumntoMbl MPT y 60/bHbIX C cuHAPOMOM PeTTa (%)

npu 3TOM U3MEHeHUs BbifBNEHbI Y 69% MCCNefoBaHHbIX: Y
5 fleBoyek oTMeyeHa rugpouedanvs (29%)» y 3-x nepuseH-
TPUKynapHasa nelikoaHuedanonatus (17%), y 4-x npusHaku
uepebpanbHoli  atpotum (30%). Y 41% nauueHTOK cdop-
MupoBanacb NpUoBpeTeHHas MUKpoLedanmsa, YTo aBnseTcs
XapaKTepHbIM AN cuHApoma PeTTa, cpefgHuii mokasaTtenb
OKPY>KHOCTM ronosbl - 47,058+1,98 cM (PUCYHOK 2).

MoneKynsapHO-reHeTUYeCcKoe nccnefoBaHne npoBOAw-
nacb B nabopatopusx ®epepansHoro yposHs (Peptuflab,
HUKW neguatpum monekynsipHo-UUTOreHeTnyeckas nabo-
patopus HUKW negnatpuun, r. Mocksa). AHanv3 nokasan,
yto 100% wuccnefjoBaHHbIX Cly4vaeB SBNAIOTCA criopaguye-
CKUMM, 1 06ycnoB/eHbl MyTaumsamu de novo B reHe MECP2.
B KpoBW maTepeli aHaNOrMuYHbIX U3MEHEHUI He 0BHapyxe-
HO. BbISIBNEHbI MONEKYNAPHbIE fedeKTbl NPenMyLLeCTBEHHO
B 4 3k30He reHa MECP2 B reteposurotHom coctosiHun. Y
76% 60nbHbIX (N=13) 06Hapy>KeHbl HOHCEHC-MyTauun B 4
3K30He reHa MECP2, skntoyaa C808C->T,p.R270X, c502c-
>T R168X;y 13 % nayueHToK - geneuyun reHa MECP2 (B
TOM uucne, feneuuns B 4 axk3oHe resa MeCP2, c.l1142del33,
p.P381fS); KNMHMYECKN NPOABNAIOTCA ropasfo Tsxenee Tu-
MUYHOW HOHCEeHC-MyTauun. Y 11% (N=2) BbIfBNEHbI MUC-
CEeHC MyTauuu, B TOM Yncne B TPeTbeM 3K30He reHa MECP2
(chrX:153296777G>A) (pucyHOK 3).

Ha atane auddepeHynancHoii ANarHOCTUKM  Kapuo-
TUNMpoBaHWe NpoBeAeHo 76,5% nauneHTok (N=13). Y 92%
[leBOYEK - HOPMas/bHbIV kapnoTun - 46/1X, BapuaHT nonu-
mMophu3ma 06HapYXXeH y 0fHOI 60MbHOI (ABOIHbIE CMYTHN-
KU1 Ha KOPOTKOM n/ie4e Xxpomocomsl 15) - 8%. MccnepoBaHne

Ha 9 MWKpPOAENeuMoHHbIX CUMHAPOMOB MeTogoM “Prenatal
BoBs» nposogunock y 17,6% (nN=3), NaTtonornm Tak e He
BbISAB/IEHO. AHAN3 aNnesibHOro MeTUINPOBaHWUSA MPOMOTOp-
Holi o6nacTn reHa SNRPN MeTofoM MeTuacheuuthunyeckoi
MLP uncnons3osanca y 17,6% (n=3), cuHapom AHernbmaHa
UCKNIOYeH. TaH4eMHas Macc-CneKTPOMETPUA NPUMEHSANACh
y 47% peBoyek (N=8). [laHHbIX 3a HacNefACTBEHHblE aMUHOAa-
LIMAYPUN, OpraHNYecKue aunaypHu u aetekTsbl b-okucneHns
XXMPHBIX KUCNOT He 06HapY>eHo.

3akno4eHve

Takum 06pasom, B MpoaHann3MpoBaHHOW BblGOpKe Y
MaLMeHTOK OTMe4aeTcs TUMWYHOE TeyeHWe [aHHOr0 CWH-
Apoma, CTafuNHOCTb MpoLecca, COOTBETCTBYIOLLME KIWNHU-

11% 13%

76%

m NPOTHXBHblE feneuun B reHe MECP2
B HOHCEHC-MyTaLun
B MUCCEHC-MyTaumm

PHC3 Pe3ynbTaTbl MONEKYNAPHO-TEHETUYECKOr0 ncce-
A0BaHMUA 6OMbHBIX C CUHAPOMOM PeTTa (%).



HEBPONOIUs

4eCKHM KPHTEPHAM AHArHOCTHKH cHHapoma Perra. ITo man-
HBbIM MOJIEKY/IAPHO-TEHETHIECKOIO HCCIIENOBAHHA Hanbonee
4acTo y GOnBHBIX 3aPETHCTPHPOBAHA MYTALMA — HOHCEHC-
myTaums B 4 3x3oHe rera MECP2, xotopas ofyciornusaet
THIIMYHOE KIHHHYeCKoe TedaeHHe — 76%, y 13% obHapyxeHa
nefeuys, NpUBOAAIIas K Gonmee TKeNOMY KIHHHIECKOMY
TEUEHHIO CHHApOMa. B KiHHWYecKOH xapTHHE y GOMbIIHH-
CTBA MALHEHTOK OTMEYAIOTCA MHOXECTBEHHBIE CTEPEOTHI-
Hble JBHXEHHA, ¢ mpeofnanaHHeM (MOKOUHX» IBHXEHHH
PYK, alaiHA, ayTHCTHKONOZOOHKE HAapyUIeHHA MOBEACHHA.
Bonsiue monoBHHH ciydaes CHHapoma Perra compopoxna-
IOTCA IHCTPOOHYECKHMH H3MEHEHHAMH B I'OJIOBHOM MO3re.
CuHapom PetTa Ha paHHHX CTagHAX XBPaKTEPH3YETCA H3Me-
HEHHEM MBILLIEYHOIO TOHYCA C TeHACHIIHEH K THIIOTOHHH. 3a-

JiepKKa CTATHKO-MOTOPHOTO H PEueBOro Pa3BHTHA ARINETCA
OCHOBHRIM KJIHHHYECKHM TPH3HAKOM, KOTOPHIH IPOABAACTCA
B acbore 3a60/neBaHHA. N

QOecosa O.B., Huxonaesa E.B., Huxumuna H.B.,
Kopaxuna O.B., Maxcumosa A.0., Mopuuesa EA, 'BOY
BITIO «Ypanvckuii zocydapc i MeQuyuHCKuT yrusep-
cumem» M3 P®, I'BY3 Knrunuxo-ouaznocmuuecxuii yexmp
«Oxpana 300posus mamepu u pebenxan, 2. Examepunbype;
Asmop, omeemcmeennwti 3a nepenucky - Oscoea Onvaa
Bi POSHA, K.M.H., 00Y xaghedpsi nepenvix bonesnet,
Ketlipoxupypauu u MeduyuHcKot u,+79122831917,
ovsovaolga@mail.com
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